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15
1
Phenylketonuria PKU
Maple syrup urine disease MSUD
1 3 Homocystinuria
HCU 3
CAH CH
PKU MSUD
15
HCU
MSUD
Bacterial inhibition assay BIA
2-thienyl-alanine
4-aza-DL-leucine L-methionine
sulfoximine Demain
2
4 6 1 3mm
3mm 1
11
1 3mm
HPLC
Demain BIA
Demain

15mL | ATCC6633 2x 10°/mL 0.30mL |oxoid 1.2g{2.5mM B -2TA 0.20mL| 37

15mL | ATCC6051 2x 10%/mL 0.25mL |oxoid 1.2g| 10mM 4-AL 0.25mL | 37

15mL | ATCC6633 2x 108/mL 0.18mL |oxoid 1.2g| 0.2mM MSO 0.32mL | 37

B -2TA : B -2thienyl-alanine 4-AT : 4-aza-leucine MSO : L-methionine-DL-sulfoximine
135mL
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2 3
3
Galactose-1- 6
phosphate uridyltransferase 3 21-hydroxylase
2
Beutler 4 Gal-1-P uridyltransferase 17a -hydroxyprogesterone 17-OHP
G-1-P 17-OHP
3mm 1
3mm ELISA 7
37 4 365nm
4
Paigen- 5
3 ( Galactokinase Thyroid
Uridine diphosphate galactose - stimulating hormone TSH
4-epimerase ) TSH
C-21 8 3mm
Q396 1
BIA 3mm ELISA
37 18
5
5
BIA) Phenylalanine 4mg/dL
Phenylalanine(Phe) HPLC) 4mg/dL
4mg/dL
Leucine(Leu) Leucine 4mg/dL PKU
Methionine(Met) Methionine 1mg/dL PKU
Beutler  Galactose-1-
P-uridyltransferase
Paigen  Galactose(Gal) Galactose 8mg/dL PKU
17-OHP 20ng/mL
17a -hydroxyprogestero- 5percenti7lr61,'g/mL
ne (17-OHP) Tng/mL
30ng/mL
TSH 9u U/mL
Iorigssimarg [ o Ume
30p U/mL
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2
4mg/dL
473  2.3%
2
4mg/dL
607  3.0%
2
1 3
15 1mg/dL
20,461 14 617 2.9%
13 14 1,375 6.7%
3.8 4 4
2
2,000g 2
1.8%
1,500g 146
40% 14 20,461
37%
0 0 0
1500g 2(0.010) | © 0
4(0.020) | 2(0.010) | O
6 4(0.020) | 0 0
2(0.010) | 1(0.005) | 1(1/20,461)
299(1.461) | 14(0.068) | 0
156,093
222(1.085) | 13(0.062) | 4(1/ 5,115)
(mg/dL) (mg/dL)
No. (g) BIA HPLC BIA HPLC
1 2,456 [H15.6.22 1 1.18 | H15.7.1 >2 4.97
2 3,255 [H15.10.3| 1 2 1.61 |[H15.10.30] 6 6.09
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4 3
Paigen- Gal 8mg/dL
325
1.59% 2
4
Beutler 4
350nm
47 0.23% 17-OH
2 1 P 30 ng/mL
1 Paigen-
1
Duarte
(mg/dL) (mg/dL)
No. (@)
1 2,788 | H16.3.13 8 H16.3.22 6
Duarte
17a -OHP 170 -OHP
(9) ng/mL ng/mL ng/mL ng/mL
H15.3.26 21.6 7.4 H15.4.11 29.2 7.2
1 2,686
H15.4.28 29.1 7.6
H15.4.23 27.1 10.7 H15.5.8 25.0 7.2
2 2,580
H15.5.22 33.6 8.3
H15.4.27 42.6 16.7 H15.5.13 34.3 8.8
3 2,320
H15.5.28 45.1 8.2
4 842 H15.6.24 | 80 45.9 H15.6.30
5 930 H15.7.10 | 80 56.3 10
6 750 H15.7.25 | 80 39.8
H15.11.7 24.9 8.1 H15.11.14 26.6 7.6
7 2,974
H15.11.28] 21.1 7.4
8 676 H15.12.8 | 80 60.2
H15.11.25 27.3 12.8 H15.12.8 15.8 8.2
9 3,610
H15.12.18] 12.4 7.8
H16.1.7 22.5 8.3 H16.1.23 33.3 7.8
10 2,888
H16.1.31 45.0 7.8
11 860 H16.2.23 | 80 38.9
12 2,114 | H16.2.16 26.3 8.1 H16.3.12 46.3 10.1
13 2,130 | H16.2.25 25.1 8.0 H16.3.13 39.6 8.8
14 2,940 | H16.3.17 26.2 9.0 H16.3.25 28.0 8.8 17-OHP
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2,0009 4
2
17-OHP 3 TSH 10
g U/mL
10p U/mL
10
1,000 p UL
g 1
4 30p U/ L
2
5 20 815 3.98%
ng/mL 222
7 ng/mL 1.08% 1
11 12
1,399 6.8%
299 1.46% 4 6
2
14 6
1 9 54 14
24 1/ 3,800
1/ 5,115
TSH(U U/mL TSH(U U/mL
1 3,344 H15.2.18 11.13 H15.4.2 13.2
2 498 15.3.3. 1.21 H15.5.8 68.5
3 2,900 H15.5.1 12.4 H15.5.16 35.8
4 2,796 H15.5.19 24.2 H15.5.26 25.3
5 708 H15.6.11 27.4 H15.6.25 >80
6 3,036 H15.7.6 20.0 H15.7.14 21.8
7 932 H15.4.8 15.5 H15.7.29 36.6
8 2,970 H15.11.2 >80
H15.12.4 14 H15.12.18 10.7
9 3,268
H16.1.8 12.6
10 3,300 |[H15.12.27 10.3 H16.1.9 12.7
11 1,238 H16.2.3 12.6 H16.2.23 14.6 TSH
12 2,578 H16.3.10 12.4 H16.3.19 12.7 TSH
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L]

16
1 TSH
1
S o o o
201
pu U/mL 2.66p U/mL TSHup 7/
10p U/mL TSH
8.7y U/mL
1.02 0.49
TSH ou
U/mL 3
10
u U/mL
TSH 9u U/mL
12,242 1 15
208 1.7 644 20,461 6
1 0.2 146,328 9,216
28
549 0.38
10p U/mL 8.5y U/mL 29 0.02
2
2 25 2
9u U/mL 456 Beutler 1
9 2.0 2.90p U/mL Duarte
3 15 3
10p U/mL 14
8.5u U/mL
2,542 4
35 1.38 1 12
4
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